suggestive of collodion membrane at birth. Child started developing tonic-clonic seizures by 6 months of age. He developed eye contact and started holding his head at 6 months of age. He started sitting at 12 months of age. He was operated for right-sided inguinal hernia at the age of 11 months. At presentation, he was unable to speak monosyllables.
INTRODUCTION
I chthyosis follicularis alopecia photophobia (IFAP) syndrome (OMIM 308205) is a rare genetic disorder characterized by a triad of follicular ichthyosis, congenital atrichia of scalp and photophobia. [1] Till date, only 40 patients have been reported worldwide. [1] Effective management of this case is a challenging task with very few reports detailing the therapeutic options. [2] We report a case of IFAP syndrome with a favorable response to a short course of isotretinoin.
CASE REPORT
An 18-month-old male child presented in the pediatric department with a history of dry skin, atrichia, global developmental delay, seizures, frequent regurgitations and recurrent respiratory tract infections since birth. Child was borne of a nonconsanguineous marriage at term after normal pregnancy by vaginal delivery. He was third in order with the healthy 6-year-old sister and second sister who died immediately after birth due to unknown reasons. Isotretinoin was withdrawn as his skin texture improved. Unfortunately, the rough texture of the skin along with follicular projections recurred on withdrawing isotretinoin, and he was lost to follow-up.
DISCUSSION
Patients with IFAP syndrome share a unique, characteristic appearance with total alopecia, severe photophobia and generalized "thorn-like" projections on the skin. [3] The diagnosis of IFAP is based on the presence of a missense mutation in MBTPS2 gene and characteristic clinical appearance. [4] Relative rarity of this syndrome and nonaccessibility of mutational analysis, like in our case, makes the diagnosis difficult. Though IFAP syndrome has a recessive X-linked pattern of inheritance, autosomal mode of inheritance has also been reported. [1] In IFAP syndrome, characteristic cutaneous manifestations consist of follicular keratotic spiny papules distributed symmetrically over scalp and extensor aspect of extremities along with congenital noncicatricial alopecia involving the scalp, eyebrows and eyelashes. [1] The spine imparts a peculiar sensation on palpation, which has been described as resembling a "nutmeg grater" or "the prickly surface of a roseleaf". [3] Skin histopathology is nonspecific. Though abortive sebaceous glands are present in hair follicles, the total number of hair follicles are not significantly decreased. [5] Psoriasiform plaques, cheilitis, hypohidrosis, dystrophic nails, atopic manifestations, inguinal hernia may occur in up to 40% of patients. [1] Photophobia, superficial corneal ulcerations, progressive corneal vascularization, chronic tearing, cataract, astigmatism and even loss of vision have been reported. [1] Intellectual disability, seizures, hypotonia, short stature, frontal bossing, large ears, choanal atresia, recurrent infections and intestinal anomalies may be other findings. [1] Neurological features consist of olivo-cerebellar atrophy, malformation of the temporal lobes, mild inner cerebral atrophy, pseudobulbar paresis, hypoplasia of the corpus callosum, micro and turricephaly. [1, 6] Nonnutritional rickets, allergic asthma, rhinoconjunctivitis, anaphylactic and urticarial reactions have been described in a few cases. [3] Several differential diagnosis of concurrent ichthyosis and alopecia were excluded in our case. Notable among these were dermotrichic syndrome, keratitis-ichthyosis-deafness syndrome (KID), keratosis follicularis spinulosa decalvans (KFSD) and hereditary mucoepithelial dysplasia (HMD). Dermotrichic syndrome was ruled out due to the absence of nail and/or intestinal anomalies. [1, 7] Absence of palmoplantar keratoderma, hearing loss and small/malformed teeth excluded KID syndrome. [1] KFSD has noncongenital, scarring and progressive alopecia, unlike our case. [1, 8] IFAP was differentiated from HMD by the absence of the perineal rash and eryhthematous plaques/papules in the oral mucosa. [1] Management of the several features in this syndrome remains a daunting task. Follicular hyperkeratosis can be effectively managed by topical corticosteroids, tretinoin and urea containing creams. In refractory cases, oral acitretin resulted in partial improvement of cutaneous features in patients. [2] In our case, oral isotretinoin resulted in transient improvement in cutaneous features without any effect on photophobia and developmental delay. Earlier, in one case, oral vitamin A 250,000 IU/day administered for 6 months led to improvement in photophobia and softer texture of the skin. [3] Seizures require antiepileptic therapy and our patient responded favorably to valproate. [9] Inguinal hernia may resolve spontaneously. [9] Likewise, seizures may resolve spontaneously later in life. [1] Life expectancy in patients with IFAP syndrome can vary from death in the neonatal period to normal survival. [10] To summarize, this unique oculo-cutaneous disorder requires further characterization. [2, 10] In the search of a better therapy, treatment in every case of IFAP syndrome, requires proper documentation so that an acceptable and effective management of this entity may be possible in the future.
